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SKIV2L gene
Ski2 like RNA helicase

Normal Function

The SKIV2L gene provides instructions for making a protein whose function has not
been confirmed. Based on its similarity to a protein in other organisms, researchers
speculate that the SKIV2L protein acts as part of a group of proteins called the SKI
complex. This complex is thought to be necessary for the function of another large
protein complex known as the cytosolic exosome. Within cells, the cytosolic exosome
helps to recognize and break down excess or abnormal messenger RNA (MRNA)
molecules. mMRNA is a chemical cousin of DNA that serves as the genetic blueprint for
protein production. Studies suggest that the cytosolic exosome's role in getting rid of
excess and abnormal mRNA is important for cell growth.

Health Conditions Related to Genetic Changes

trichohepatoenteric syndrome

At least nine mutations in the SKIV2L gene have been found to cause
trichohepatoenteric syndrome, a rare condition that affects many parts of the body.
Its major signs and symptoms include chronic diarrhea starting in infancy, hair
abnormalities, distinctive facial features, and liver disease. Mutations in this gene
likely eliminate the function of the SKIV2L protein. Researchers hypothesize that a
loss of this protein's function impairs the activity of the SKI complex and the cytosolic
exosome. However, it is unknown how these changes could lead to chronic diarrhea
and the other features of trichohepatoenteric syndrome.



Chromosomal Location

Cytogenetic Location: 6p21.33, which is the short (p) arm of chromosome 6 at position
21.33

Molecular Location: base pairs 31,958,804 to 31,969,852 on chromosome 6 (Homo
sapiens Annotation Release 108, GRCh38.p7) (NCBI)
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Credit: Genome Decoration Page/NCBI

Other Names for This Gene
. 170A
. DDX13
* helicase-like protein
* helicase SKI2W

« HLP

e SKI2

*  SKI2 homolog, superkiller viralicidic activity 2-like
«  SKI2W

« SKIV2

e SKIV2L1

»  superkiller viralicidic activity 2-like (S. cerevisiae)
e THES2
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https://www.ncbi.nlm.nih.gov/gene/6499
https://www.ncbi.nlm.nih.gov/genome/tools/gdp

Additional Information & Resources

Educational Resources

Genomes (second edition, 2002): Degradation of mMRNAs
https://www.ncbi.nlm.nih.gov/books/NBK21132/#A7399

Marie Curie Bioscience Database: Structural Components and Architectures of
RNA Exosomes
https://www.ncbi.nlm.nih.gov/books/NBK45033/

Scientific Articles on PubMed

PubMed
https://www.ncbi.nlm.nih.gov/pubmed?term=%28SKIV2L%5BTIAB%5D%29+0OR
+%28SKI2W%5BTIAB%5D%29+AND+english%5Bla%5D+AND+human%5Bmh
%5D

OMIM

SUPERKILLER VIRALICIDIC ACTIVITY 2, S. CEREVISIAE, HOMOLOG-LIKE
http://omim.org/entry/600478

Research Resources

Atlas of Genetics and Cytogenetics in Oncology and Haematology
http://atlasgeneticsoncology.org/Genes/GC_SKIV2L.html

Clinvar
https://www.ncbi.nlm.nih.gov/clinvar?term=SKIV2L%5Bgene%5D

HGNC Gene Family: RNA helicases
http://www.genenames.org/cgi-bin/genefamilies/set/1168

HGNC Gene Symbol Report
http://www.genenames.org/cgi-bin/gene_symbol_report?g=data/
hgnc_data.php&hgnc_id=10898

NCBI Gene

https://www.ncbi.nlm.nih.gov/gene/6499

UniProt
http://www.uniprot.org/uniprot/Q15477

page 3


https://www.ncbi.nlm.nih.gov/books/NBK21132/#A7399
https://www.ncbi.nlm.nih.gov/books/NBK45033/
https://www.ncbi.nlm.nih.gov/pubmed?term=%28SKIV2L%5BTIAB%5D%29+OR+%28SKI2W%5BTIAB%5D%29+AND+english%5Bla%5D+AND+human%5Bmh%5D
https://www.ncbi.nlm.nih.gov/pubmed?term=%28SKIV2L%5BTIAB%5D%29+OR+%28SKI2W%5BTIAB%5D%29+AND+english%5Bla%5D+AND+human%5Bmh%5D
https://www.ncbi.nlm.nih.gov/pubmed?term=%28SKIV2L%5BTIAB%5D%29+OR+%28SKI2W%5BTIAB%5D%29+AND+english%5Bla%5D+AND+human%5Bmh%5D
http://omim.org/entry/600478
http://atlasgeneticsoncology.org/Genes/GC_SKIV2L.html
https://www.ncbi.nlm.nih.gov/clinvar?term=SKIV2L%5Bgene%5D
http://www.genenames.org/cgi-bin/genefamilies/set/1168
http://www.genenames.org/cgi-bin/gene_symbol_report?q=data/hgnc_data.php&hgnc_id=10898
http://www.genenames.org/cgi-bin/gene_symbol_report?q=data/hgnc_data.php&hgnc_id=10898
https://www.ncbi.nlm.nih.gov/gene/6499
http://www.uniprot.org/uniprot/Q15477

Sources for This Summary

Fabre A, Charroux B, Martinez-Vinson C, Roquelaure B, Odul E, Sayar E, Smith H, Colomb V,
Andre N, Hugot JP, Goulet O, Lacoste C, Sarles J, Royet J, Levy N, Badens C. SKIV2L mutations
cause syndromic diarrhea, or trichohepatoenteric syndrome. Am J Hum Genet. 2012 Apr 6;90(4):
689-92. doi: 10.1016/j.ajhg.2012.02.009. Epub 2012 Mar 22.

Citation on PubMed: https://www.ncbi.nim.nih.gov/pubmed/22444670

Free article on PubMed Central: https://www.ncbi.nlm.nih.gov/pmc/articles/PMC3322239/

Fabre A, Martinez-Vinson C, Goulet O, Badens C. Syndromic diarrhea/Tricho-hepato-enteric
syndrome. Orphanet J Rare Dis. 2013 Jan 9;8:5. doi: 10.1186/1750-1172-8-5. Review.
Citation on PubMed: https://www.ncbi.nim.nih.gov/pubmed/23302111

Free article on PubMed Central: https://www.ncbi.nlm.nih.gov/pmc/articles/PMC3560276/

van Dijk EL, Schilders G, Pruijn GJ. Human cell growth requires a functional cytoplasmic exosome,
which is involved in various mMRNA decay pathways. RNA. 2007 Jul;13(7):1027-35. Epub 2007 Jun
1.

Citation on PubMed: https://www.ncbi.nim.nih.gov/pubmed/17545563

Free article on PubMed Central: https://www.ncbi.nlm.nih.gov/pmc/articles/PMC1894934/

Reprinted from Genetics Home Reference:

https://ghr.nlm.nih.gov/gene/SKIV2L

Reviewed: March 2014
Published: March 21, 2017

Lister Hill National Center for Biomedical Communications
U.S. National Library of Medicine

National Institutes of Health

Department of Health & Human Services

page 4


https://www.ncbi.nlm.nih.gov/pubmed/22444670
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC3322239/
https://www.ncbi.nlm.nih.gov/pubmed/23302111
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC3560276/
https://www.ncbi.nlm.nih.gov/pubmed/17545563
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC1894934/
https://ghr.nlm.nih.gov/gene/SKIV2L

